Objectives: Emery-Dreifuss muscular dystrophy (EDMD) is a very rare genetic disorder affecting skeletal and heart muscles. The aim of this study was to identify factors which might influence the ability to work in EDMD patients in Poland.
INTRODUCTION
Employment status of patients suffering from chronic diseases resulting in disability influences their economic status, well-being and quality of life. Several analyses of professional profile of patients suffering from various neuromuscular diseases have been performed. They usually focused on disorders with moderate prevalence, such as facioscapulohumeral muscular dystrophy (FSHD), myotonic dystrophy (MD), and peripheral neuropathy [1, 2] . Much less is known about the employment of patients with rare and very rare hereditary muscle diseases, such as Emery-Dreifuss muscular dystrophy (EDMD). The estimated frequency of EDMD is 3:1000000 [3], therefore, the recruitment of the EDMD patients for the study is considered very difficult. On the molecular level, the disease results from the structural and functional defects of nuclear proteins [4] . Two main types of EDMD are known: recessive, X-linked emerinopathy (EDMD1) caused by mutations in the EMD gene encoding emerin, and autosomal dominant laminopathy (EDMD2) caused by mutations in the LMNA gene encoding lamin A/C [5, 6] . Males with EDMD1 present humero-peroneal muscle weakness and wasting, joint contractures, spine rigidity, and cardiomyopathy with conduc- 
MATERIAL AND METHODS
The study group consisted of 24 patients diagnosed with EDMD, remaining under the care of the Neuromuscular Unit, Mossakowski Medical Research Centre, who have agreed to answer some questions on their education and professional activity. All patients expressed their written informed consent for participation in the study. In accordance with the rules regarding questionnaire-based non-interventional studies analyzing nonsensitive data, the Bioethical Committee was informed on the current questionnaire survey. The obtained data was analyzed anonymously, with no possibility to identify the patients. Seventeen of the 24 patients (3 female carriers, 14 males) suffered from EDMD1, and 7 (3 females, 4 males) from EDMD2. The mean age of all of the EDMD patients was 34.4±11.4 years (range: 18-56 years). Only one patient (4.2%) was less than 20 years old, 7 (29.2%) were 20-30 years old, 7 (29.2%) were 31-40 years old, 8 (33.2%) were 41-50 years old, and 1 (4.2%) was older than 50. The analyzed patients were divided into 3 groups according to the severity of EDMD (Table 1) . Treatment included, but was not limited to, a specialist cardiology intervention: cardiac devices were implanted in 19 (79.1%) EDMD patients: 13 of the 14 EDMD1 patients, 1 of the 3 EDMD1 carriers and 2 of the 7 EDMD2 patients have pacemakers, while 3 of the 5 EDMD2 patients have cardioverter defibrillators. Disease complications/injury/concomitant disease occurred in 10 (41.6%) patients. Types of events were also described in Table 1 . I have analyzed attitude to work (undertook/did not undertake) of the EDMD patients in relation to education and the severity of the underlying disease (the level of physical performance depending on EDMD severity, cardiology interventions, disease complications), then the association of certificates of disability granted with the course of the EDMD. The relationships between the above mentioned parameters and EDMD course/level of are typically detected in the second or third decade of life. The muscle system of female carriers of the EDMD1 mutation is not affected, but in the fourth or fifth decade of life 20% of them have symptomatic cardiac disease, as EDMD1 men [7] . Clinical manifestation of EDMD2 is similar in both sexes, but, in comparison to EDMD1, muscle symptoms in EDMD2 may occur earlier or later than cardiac disease. Patients with EDMD2 have greater probability to lose their ability to walk independently than patients with EDMD1, but in both types of EDMD patients with less severely affected skeletal muscle system can be seen. In addition, significant intra-and inter-familial variation in clinical symptoms of EDMD is observed [5] [6] [7] . Cardiac symptoms can be life-threatening in both types of EDMD. In EDMD1, a sudden cardiac death is usually a result of a complete atrioventricular block, and might be prevented by pacemaker implantation. In EDMD2, systolic dysfunction of the heart, left ventricle dilation, and life-threatening ventricle arrhythmia predominate; this requires implantation of cardioverter-defibrillator and, in the end-stage cardiac insufficiency, heart transplantation [8, 9] . Patients with both types of EDMD are at a higher risk of complications, which might further worsen the level of physical performance. Arrhythmia and heart enlargement predispose to ischemic strokes, while fast-progressing cardiomyopathy might lead to life-threatening cardiac and respiratory failure [10] . Therefore, both types of EDMD might lead to disability and might strongly affect patient's professional career.
Notably, there are no reports regarding the employment status of EDMD sufferers. In this work, I analyze the professional activity of a large group of Polish EDMD patients in relation to the level of their education and disease-associated factors, such as the level of their physical performance, complications and cardiology interventions. The aim of this study was to identify factors which might influence the ability to work in EDMD patients in Poland.
